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SUMMARY 
A rare case report of association of affective psychosis with pyknodysostosis is discussed. 
Pyknodysostosis is a rare mesodermal 
disorder first reported by Schuler in 1962. 
Maroteaux and Larmy (1965) later coined 
the term pyknodysostosis for the condition. 
The clinical features of this entity are: uni-
form decrease in stature, frontal and parietal 
bossing, sutural diastasis, proptosis, beaked 
nose, dentate anomalies (double row of 
teeth), micrognathia, with short hands and 
feet. The diagnosis is confirmed by the 
roentegenography which reveals by 
increared density of all long bones, partial 
hypoplasia of distal phalanges, absence of 
ungual processes, open cranial sutures, small 
facial bones, narrow mandible flattened at 
its angle along with absence or atrophy of 
air sinuses. At times the lateral part of 
the clavicle may be absent. Laboratory 
investigations usually show no abnormali-
ties. Elmore et al. (1966) have reported 
apparent deletion of the short arm of the 
small acroeintric chromosome 22 of the 
group G in one case-otherwise no chromo-
somal abnormality has been reported so 
far. 
CASE REPORT 
Miss C, 50 years old unmarried lady, 
hailing from a rural Hindu nuclear family 
born out of a non-consanguineous union> 
brought by her brother to the psychiatry-
walk-in-clinic at National Institute of 
Mental Health and Neurosciences, Banga-
lore with the complaints of talking exces-
sively, not taking food properly, neglecting 
personal hygiene and disturbed sleep of 
fifteen months duration. No history of 
mental retardation, epilepsy or mental 
illness in the family was reported. Birth 
and early developmental history not 
available. Patient reached the present 
status at the age of ten years. Menstrual 
history is reported to be normal. During 
the past eight years patient sustained five 
spontaneous fractures. Patient was apparen-
tly euthymic till fifteen months back when 
she developed sleeplessness, irritability and 
weeping spells. 
General physical examination revealed-
height: 117 cms, weight—-21 Kg., tem-
poral bossing, crania bifida, beaked nose, 
double row of teeth, high arched palate, 
micrognathia, short hands and flat nails, 
thoracic scoliosis, sabre-tibia, hypermobility 
of distal interphalangeal joints, other 
systems within normal limits. Mental 
status examination revealed features of 
depression as evidenced by decreased 
psychomotor activity, increased reaction 
time, depressed affect, ideas of worthless-
ness, occasional suicidal ideas, adequate 
primary mental functions, impaired judge-
ment and impaired insight. Patient was 
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admitted for observation and investigation. 
No drugs were given as the patient was 
manageable. 
Investigations revealed: 
1. Routine investigations within nor-
mal limits. 
2. Serum cholesterol — 180 mg% 
3. Serum calcium — 9.8 mg% 
4. Serum phosphorous — 3.2 mg% 
5. Serum magnesium — 1.9 mg% 
6. 24 hours urine for mucopolysacha-
ride—negative. 
7. 24 hours urinary 17 ketosteroids— 
4.6 mg%. 
8. Chromosomal study with Giemsa's 
stain showed normal pattern. 
9. X-ray whole body showed—in-
creased density of all bones, open 
cranial sutures, flattening of the 
angle of the mandible with 
hypoplasia, absence of air sinuses, 
hypoplastic distal phalanges, 
absence ol ungual processes. 
Healed fractures of right radius 
and tibiae were made out. Thor-
acic scoliosis present. 
Three weeks following admission, 
patient showed sustained eleated affect, 
increased psychomotor activity, flight of 
ideas and grandiose delusions, absence of 
insight, impaired judgement and intact 
primary mental functions. A diagnosis of 
M.D.P. mania was made and the patient 
was started on Tab. Holoperidol 10 mg 
with Trihexyphenidyl hydrochloride 2 mg 
daily. One week later all the psychotic 
features disappeared and she became 
euthymic. Patient was observed for three 
more weeks and was then discharged. 
Patient is symptom free and maintains 
regular follow up. 
To the best of our knowledge, no 
functional psychosis has been reported in 
association with pyknodysostosis. Even 
when present it is a mere coincidence. 
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